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Syndrome of the month: Postaxial acrofacial dysostosis (Miller) syndrome D DONNAI, H E HUGHES, AND 
R M WINTER 
Case reports 
18q— syndrome and extraskeletal Ewing’s sarcoma M M VALTUENA, J M GARCIA-SAGREDO, A M VILLA, 
C L GIMENEZ, AND J M A MEIX ; 
An isodicentric X chromosome with short arm : fusion | in a woman “without somatic features of 
Turner’s syndrome I C S BARNES, D J CURTIS, AND S L B DUNCAN : 
Translocation X;13 in a patient with retinoblastoma G PONZIO, E SAVIN, G CATTANEO, M P GHIOTTI, 
A MARRA, O ZUFFARDI, AND C DANESINO : 
Partial monosomy 12p13-1—13-3 D R ROMAIN, J GOLDSMITH, L M COLUMBANO- GREEN, C J CHAPMAN, 
R H SMYTHE, AND RG PARFITT 
De novo 2q+ masquerading as Smith- Lemii- -Opitz syndrome AE " DONNENFELD, E H ZACKAI, 
D M McDONALD, R AQUINO, AND B S EMANUEL 
Incontinentia pigmenti in a boy with Klinefelter’s syndrome A D ORMEROD, M I WHITE, E McKAY, AND 
A W JOHNSTON 
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Editorial ; 

Gene mapping and medical genetics: “Molecular genetics of human ck.romosome 16 G R SUTHERLAND, 
S REEDERS, V J HYLAND, D F CALLEN, A FRATINI, AND J C MULLEY 

Original articles 

Studies of genetic linkage between adult polycystic kidney disease and three markers on chromosome 
16 M L WATSON, A F WRIGHT, A M MACNICOL, P L ALLAN, J F CLAYTON, M DEMPSTER, S J JEREMIAH, 
GCORNEY,ANDDAHOPKINSON .. 

Localisation of a mutation producing autosomal dominant polycystic kidney disease without renal 
failure M RYYNANEN, M M DOLATA, E LAMPAINEN, AND S T REEDERS 

Adult polycystic kidney disease and linked RFLPs at the a globin locus: a genetic study i in the South 
Wales population L P LAZAROU, F DAVIES, M SARFARAZI, G A COLES, AND PS HARPER .. 

Polycystic kidney disease in children: a genetic and ee sad of 82 Finnish patients 
H KAARIAINEN : ae me 

Trends in pyloric stenosis incidence, Atlanta, 1968 to 1982 E J LAMMER AND L D EDMONDS 

Intrafamilial variation in Cohen syndrome I D YOUNG AND J R MOORE 

Syndrome of the month: Congenital scalp defects with distal limb reduction anomalies 3 P FRYNS 

Short communications: A chromosome supplement to the London Dysmorphology Database 
J BRANDL AND T GRIMM 

Detection of centromeric regions of chromosomes by immunofluorescence: procedure ‘and application 
M K OAKS, D P O’MALLEY, J R KATELEY, AND W E MALDONADO a me 

Case reports 

Trisomy 13 in monozygotic twins discordant for major congenital anomalies N NAOR, Y AMIR, 

T COHEN, AND S DAVIDSON 


Partial trisomy 17q and a generalised bone dysplasia in a 12 week fetus A ROBB, L FORSYTH, 
AND J TOLMIE 
Conference reports: The Second Manchester Birth Defects Conference J BURN . : 
Second International Workshop on Multiple Endocrine ici aatina 2B PONDERAND E DWILLIAMS 
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Original articles 

An exclusion map for Von Recklinghausen neurofibromatosis M SARFARAZI, S M HUSON, AND 
J H EDWARDS ey pe ys ‘ 

Von Recklinghausen neurofibromatosis and genetic “linkage studies: clinical considerations 
V M RICCARDI AND J C CAREY 

Von Recklinghausen neurofibromatosis: a ‘linkage study ‘of candidate ‘and random marker genes 
R E FERRELL, K H BUETOW, J K DARBY, J E EICHNER, J C MURRAY, R SMITH, M WAZIRI, S HUSON, AND 
V M RICCARDI ; 

Linkage analysis of British ‘and Indian families with Von “Recklinghausen neurofibromatosis 
C G P MATHEW, K THORPE, D F EASTON, C CARTER, C WALLIS, Z WONG, A J JEFFREYS, AND 
B A J PONDER = 

Linkage analysis of neurofibromatosis S KITTUR, M L LUBS, M BAUER, A CHAKRAVARTI, AND 
H KAZAZIAN : P 

Genetic linkage studies with neurofibromatosis: the ‘question of heterogeneity. MA " SPENCE, 
R S SPARKES, D M PARRY, S J BALE, V CORTESSIS, AND J J MULVIHILL 

DNA linkage analysis in Von Recklinghausen neurofibromatosis B R SEIZINGER, G ROULEAU, A H LANE, 
L J OZELIUS, A G FARYNIARZ, J IANNAZZI, W HOBBS, J C ROY, B FALCONE, S HUSON, P S HARPER, 
D M PARRY, J L BADER, M A SPENCE, AND J F GUSELLA 





Linkage studies in peripheral neurofibromatosis M A PERICAK-VANCE, L H YAMAOKA, J M VANCE, 
A S AYLSWORTH, G O D ROSSENWASSER, P C GASKELL JR, M J ALBERTS, W Y HUNG, C HAYNES, AND 
ADROSES .. 

Linkage analysis of peripheral neurofibromatosis to DNA markers on 1 chromosome 8 S R DIEHL, 
M BOEHNKE, F S COLLINS, R P ERICKSON, I J KAROLYI, L M PLOUGHMAN, M A PERICAK-VANCE, 
A S AYLSWORTH, AND A D ROSES 

Further exclusion data for the Von Recklinghausen neurofibromatosis gene: a genetic linkage study of of 
19 polymorphic markers M UPADHYAYA, M SARFARAZI, S M HUSON, AND P S HARPER : 

A genomic search for linkage of neurofibromatosis to RFLPs D BARKER, E WRIGHT, K NGUYEN, 
L CANNON, P FAIN, D GOLDGAR, D T BISHOP, J CAREY, J KIVLIN, H WILLARD, Y NAKAMURA, 
P O'CONNELL, M LEPPERT, R WHITE, AND M SKOLNICK 

Exclusion mapping J H EDWARDS - 

Linkage of the tuberous sclerosis locus to z a DNA polymorphism detected by v-abl J M CONNOR, 
L A PIRRIT, J R W YATES, A E FRYER, AND M A FERGUSON-SMITH 

Tuberous sclerosis: a large family with no history of seizures or mental retardation A E FRYER, 
J P OSBORNE, R TAN, AND D C SIGGERS : 

The clinical spectrum of the Fraser syndrome: report of three new cases and review J GATTUSO, 
M A PATTON, AND M BARAITSER : 

Congenital cutis laxa with retardation of growth and development M A PATTON, J TOLMIE, P RUTHNUM, 
S BAMFORTH, M BARAITSER, AND M PEMBREY 

Syndrome of the month: Rubinstein-Taybi syndrome A C BERRY 

Case reports 

Congenital non-chylous pleural effusion with Down’s syndrome N MODI AND R W I COOKE 

Homozygosity in piebald trait MA HULTEN, M M HONEYMAN, AJ MAYNE, AND MJ TARLOW 
Conference report: The First European Symposium on Neurofibromatosis Ss M HUSON .. 
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Disorders of haemoglobin in China y-T ZENG AND S-Z HUANG sf 

Prevalence and mode of inheritance of major genetic eye diseases in China p-n HU 

Prevalence and genetic aspects of deaf mutism in “neal D-N HU, W-Q QIU, B-T WU, L-Z FANG, F ZHOU, 
Y-P GU, Q-H ZHANG, AND J-HYAN .. 

The effect of hydroxyurea on the expression of the common fragile site at 3p14 Z-A YAN, X LI, AND 
X ZHOU : 

A family with spondyloepimetaphyseal dwarfism: a ‘new’ ‘dysplasia or Kniest disease with autosomal 
recessive inheritance? T I FARAG, S A AL-AWADI, M C HUNT, S SATYANATH, M ZAHRAN, R USHA, AND 
R UMA 

Epiphyseal dysplasia of the femoral head, ‘mild vertebral abnormality, myopia, and sensorineural 
deafness: report of a pedigree with autosomal dominant inheritance K D MACDERMOT, S C ROTH, 
C HALL, AND R M WINTER 

Association of tetra-amelia, ectodermal dysplasia, hypoplastic lacrimal ducts and sacs “opening 
towards the exterior, peculiar face, and developmental retardation s OHDO, H MADOKORO, 
T SONODA, M TAKEI, H YASUDA, AND N MORI : 

Hydatidiform mole: parental chromosome aberrations in Partial and complete ‘moles | L O VEJERSLEV, 
R A FISHER, U SURTI, AND N WAKE . : 

Hypothesis: Goldenhar syndrome and overlapping dysplasias, in vitro fertilisation and ovopathy 
P H JONGBLOET : 

Syndrome of the month: The Alagille syndrome (arteriohepatic dysplasia) RF MUELLER 

Case reports 

Brachmann-de Lange syndrome in sibs K K NAGUIB, A S TEEBI, S A AL-AWADI, AND M J MARAFIE 
A lethal presentation of de novo deletion 7q L E McMORROW, I R TOTH, M M GLUCKSON, A LEFF, AND 

S R WOLMAN 





Short reports 
Prenatal diagnosis of haemophilia B in the first trimester y-T ZENG, M-L ZHANG, Z-R REN, S-R CHEN, 
H-L WANG, Z-Y WANG, AND J-H TONG ; 
An unbalanced t(X;10)mat translocation in a child with congenital abnormalities } WILLIAMS AND 
PRFDEAR . 
Abstracts of the meeting of the Clinical Genetics Society held on 2 and 3 3 April 1987 at the University 
of Leicester 7 ; 
Conference report: Conference. on New Prospects i in Genetic Diseases M A PATTON AND N R DENNIS 
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Gene mapping and medical genetics: The molecular genetics of human chromosome 6 Vv CUNLIFFE AND 
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Syndrome of the month: Hypohidrotic ‘ectodermal dysplasia A CLARKE 

Original articles 

Malignant melanoma in families of children with osteosarcoma, chondrosarcoma, and adrenal cortical 
carcinoma A L HARTLEY, J M BIRCH, H B MARSDEN, AND M HARRIS 

Variant forms of ataxia telangiectasia A M R TAYLOR, E FLUDE, B LAHER, M STACEY, E MCKAY, J WATT, 
S H GREEN, AND A E HARDING 

The inheritance of fragile sites: apparent absence of fra(2)(q13) in the parents of three unrelated 
probands L KESKIAHO, S KNUUTILA, H PIHKO, A NUUTILA, U KASKI, M KOIVIKKO, AND 
A DE LA CHAPELLE 

Familial t(8;15)(p23-3;q22-3): report of two cases with dup( 15)(q22: 3-sqter) D J GOLDSTEIN, R E WARD, 
W C NICHOLS, AND C G PALMER : 

Congenital anal anomalies in two families with the Opitz G syndrome J L TOLMIE, N COUTTS, AND 
1 K DRAINER , 

Fetal valproate syndrome: is there a | recognisable phenotype? R M WINTER, D DONNAI, J BURN, AND 
SM TUCKER . i st = ‘ “ 

Case reports 

Deletion (13)(q13q14-3) with retinoblastoma: confirmation and extension of a recognisable pattern 

of clinical features in retinoblastoma patients with 13q deletion T MOTEGI, K IKEDA, K WATANABE, 
Y YANAGAWA, AND K MINODA 

The clinical features of Ehlers-Danlos syndrome type VII due to a deletion of 24 amino acids from the 
proal(I) chain of type I procollagen w G COLE, R EVANS, AND DOSILLENCE .. : 

Spastic paraplegia associated with brachydactyly and cone — —: J S FITZSIMMONS AND 
P R GUILBERT : 

Partial deletion 21: case report with biochemical studies and review N 3 CARPENTER, J S MAYES, B SAY, 
AND D P WILSON 

Deletion 15q21-1—q22-1 resulting froma paternal insertion into chromosome 5 M Y YIP, M SELIKOWITZ, 
N DON, A KOVACIC, S PURVIS-SMITH, AND P R L LAM-PO-TANG 

Editorial note and guidelines for unknown syndrome reports 

Dysmorphology short reports: Unknown syndrome: holoprosencephaly, “congenital heart defects, and 
polydactyly 1 D YOUNG AND D J MADDERS . 

Unknown syndrome: abnormal facies, congenital heart defects, hypothyroidism, and. severe 
retardation I D YOUNG AND K SIMPSON 
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Trisomy 13 ascertained in a survey of ee abortions P A JACOBS, T J HASSOLD, A HENRY, 
D PETTAY, AND N TAKAESU 


Cytogenetic and molecular studies of trisomy 13 T HASSOLD, P A JACOBS, M LEPPERT, AND M SHELDON 





Multiple pterygium syndrome: evolution of the phenotype E M THOMPSON, D DONNAI, M BARAITSER, 


CM HALL, M E PEMBREY, AND J FIXSEN : 

Haplotype associations of three DNA polymorphisms at the human low density lipoprotein receptor 
gene locus in familial hypercholesterolaemia M J KOTZE, E LANGENHOVEN, A E RETIEF, K STEYN, 
M P MARAIS, J J GROBBELAAR, C J J OOSTHUIZEN, H F H WEICH, AND A J S BENADE : 

Bridging markers defining the map position of X linked hypophosphataemic rickets R V THAKKER, 
A P READ, K E DAVIES, M P WHYTE, R WEKSBERG, F GLORIEUX, M DAVIES, R C MOUNTFORD, R HARRIS, 
A KING, GS KIM, D FRASER, S W KOOH, AND J L H O’RIORDAN 

Mapping the human a globin gene complex to 16p13-2—pter R N SIMMERS, J C MULLEY, V J HYLAND, 
D F CALLEN, AND G R SUTHERLAND 

Non-deletion haemoglobin H disease in Papua ‘New Guinea A V S HILL, S L THEIN, B MAVO, 
D J WEATHERALL, AND J B CLEGG 

Psychosocial and economic profile of a sample of families with thalassaemic ‘children in Lebanon 
V M DER KALOUSTIAN, A KHUDR, S FIRZLI, AND I DABBOUS 

Syndrome of the month: Ulnar-mammary syndrome A SCHINZEL .. 

Case reports 

Ultrasound identification of apparently normal male genitalia in a 46,X,+mar fetus R L NEU, 

W F O'BRIEN, B G KOUSSEFF, T A TEDESCO, M J FARMELO, Y-P ESSIG, K L MILLER, AND P M NICHOLS 

Unilateral true hermaphrodite with 46,XX/46,XY dispermic chimerism T I FARAG, S A AL-AWADI, 
P TIPPETT, M EL-SAYED, T S SUNDARESHAN, S A AL-OTHMAN, AND M H EL-BADRAMANY ae 

Interstitial del(13)(q21-3q31) associated with psychomotor retardation, eczema, and absent suck and 
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